Case report An unrelated Caucasian couple aged 46 and 41 years, with an adopted son but no children of their own, had had five unsuccessful attempts at in vitro fertilisation. The sixth attempt resulted in a pregnancy which proceeded well until a 16 week maternal serum triple test (St Bartholomew's Hospital, London) gave a positive result, with a risk of Down's syndrome of 1:7. No abnormality could be found on a detailed scan at 18 weeks (Mr K Nicolaides, Harris Birthright Research Centre, King's College Hospital), but following cordocentesis, the karyotype was found to be a mosaic 46,XY/47,XY, + 15. Eight of 30 cells in the fetal blood sample were trisomic. After considerable heart searching, the parents decided on termination of this much wanted pregnancy.
The male fetus (fig 1 and 2) was of a size consistent with dates. There was brachycephaly and a rather low, rounded cranium overall, suggesting mild microcephaly. There was ocular hypertelorism, a small, short nose with anteverted nostrils and a midline groove on the tip, a prominent maxilla and upper lip, high arched palate, and small, low set, posteriorly rotated ears. There was excess skin on the posterior neck, a somewhat short sternum, widely spaced nipples, and the thumbs were bulbous. Internally, there was a small accessory spleen and hypoplastic adrenal glands, one quarter their normal weight. and Molecular Genetics, Guy's Hospital: reference 91/4854), but unfortunately tissue culture was unsuccessful on all four fetal tissues attempted.
Discussion
The single liveborn case of complete trisomy 151 died in the neonatal period. She had numerous abnormalities including a ventricular septal defect and coarctation of the aorta. Several of the dysmorphic facial features in the present mosaic fetus were similar to those described in the child, but they are non-specific. The features found in the partial trisomy cases are also not diagnostic.
Trisomy 15 is not common, but there are two factors which might have played a part in the occurrence in the present mosaic case. These are the assisted conception and advanced matemal age. Around 60% of spontaneous abortions from natural conceptions have a chromosome abnormality, 50% of which are trisomic, and of these trisomy 15 comprises 7.6%.2 In a combined European study of spontaneous abortions after IVF, the incidence of chromosome abnormalities overall was similar (62%), but trisomics contributed a greater proportion of the total (67%), and 14-3% of them were trisomy 15.7 These figures are the actual proportions and have not been corrected for maternal age. With regard to raised maternal age, in 758 pregnancies where chorion villus sampling was performed on these grounds, 36 trisomies were found, of which four (11%) were trisomy 15.8 Thus, both assisted conception and advanced maternal age would seem to be associated with an increased incidence of trisomy 15 and may have been contributory factors in the present case.
